
Genetics
Home
Reference

Your Guide to Understanding
Genetic Conditions

lattice corneal dystrophy type I
Lattice corneal dystrophy type I is an eye disorder that affects the clear, outer covering
of the eye called the cornea. The cornea must remain clear for an individual to see
properly; however, in lattice corneal dystrophy type I, protein clumps known as amyloid
deposits cloud the cornea, which leads to vision impairment. The cornea is made up
of several layers of tissue, and in lattice corneal dystrophy type I, the deposits form in
the stromal layer. The amyloid deposits form as delicate, branching fibers that create a
lattice pattern.

Affected individuals often have recurrent corneal erosions, which are caused by
separation of particular layers of the cornea from one another. Corneal erosions are
very painful and can cause sensitivity to bright light (photophobia). Lattice corneal
dystrophy type I is usually bilateral, which means it affects both eyes. The condition
becomes apparent in childhood or adolescence and leads to vision problems by early
adulthood.

Frequency

Lattice corneal dystrophy type I is one of the most common disorders in a group
of conditions that are characterized by protein deposits in the cornea (corneal
dystrophies); however, it is still a rare condition. The prevalence of lattice corneal
dystrophy type I is unknown.

Genetic Changes

Lattice corneal dystrophy type I is caused by mutations in the TGFBI gene. This gene
provides instructions for making a protein that is found in many tissues throughout the
body, including the cornea. The TGFBI protein is part of the extracellular matrix, an
intricate network that forms in the spaces between cells and provides structural support
to tissues. The protein is thought to play a role in the attachment of cells to one another
(cell adhesion) and cell movement (migration).

The TGFBI gene mutations involved in lattice corneal dystrophy type I change single
protein building blocks (amino acids) in the TGFBI protein. Mutated TGFBI proteins
abnormally clump together and form amyloid deposits. However, it is unclear how the
changes caused by the gene mutations induce the protein to form deposits.

Inheritance Pattern

This condition is inherited in an autosomal dominant pattern, which means one copy
of the altered gene in each cell is sufficient to cause the disorder. In most cases, an
affected person has one parent with the condition.



Other Names for This Condition

• Biber-Haab-Dimmer dystrophy

Diagnosis & Management

Genetic Testing

• Genetic Testing Registry: Lattice corneal dystrophy Type I
https://www.ncbi.nlm.nih.gov/gtr/conditions/C1690006/

Other Diagnosis and Management Resources

• American Foundation for the Blind: Living with Vision Loss
http://www.afb.org/info/living-with-vision-loss/2

• Merck Manual Home Health Edition: Diagnosis of Eye Disorders: Slit-Lamp
Examination
http://www.merckmanuals.com/home/eye-disorders/diagnosis-of-eye-disorders/the-
eye-examination

General Information from MedlinePlus

• Diagnostic Tests
https://medlineplus.gov/diagnostictests.html

• Drug Therapy
https://medlineplus.gov/drugtherapy.html

• Genetic Counseling
https://medlineplus.gov/geneticcounseling.html

• Palliative Care
https://medlineplus.gov/palliativecare.html

• Surgery and Rehabilitation
https://medlineplus.gov/surgeryandrehabilitation.html

Additional Information & Resources

MedlinePlus

• Encyclopedia: Cloudy Cornea
https://medlineplus.gov/ency/article/003317.htm

• Health Topic: Corneal Disorders
https://medlineplus.gov/cornealdisorders.html

• Health Topic: Eye Diseases
https://medlineplus.gov/eyediseases.html
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Genetic and Rare Diseases Information Center

• Lattice corneal dystrophy type 1
https://rarediseases.info.nih.gov/diseases/9678/lattice-corneal-dystrophy-type-1

Additional NIH Resources

• National Eye Institute: Facts About the Cornea and Corneal Diseases
https://nei.nih.gov/health/cornealdisease/

Educational Resources

• Cleveland Clinic: Corneal Conditions
http://my.clevelandclinic.org/health/articles/corneal-conditions

• National Eye Institute: Facts About the Cornea and Corneal Diseases
https://nei.nih.gov/health/cornealdisease/

Patient Support and Advocacy Resources

• National Organization for Rare Disorders (NORD): Corneal Dystrophies
https://rarediseases.org/rare-diseases/corneal-dystrophies/

• Prevent Blindness America
http://www.preventblindness.org/

ClinicalTrials.gov

• ClinicalTrials.gov
https://clinicaltrials.gov/ct2/results?cond=%22lattice+corneal+dystrophy+type+I
%22+OR+%22Corneal+Dystrophies%2C+Hereditary%22

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28%28lattice+corneal+dystrophy
+type+i%5BTIAB%5D%29+OR+%28lattice+corneal+dystrophy+type+1%5BTIAB
%5D%29%29+AND+english%5Bla%5D+AND+human%5Bmh%5D

OMIM

• CORNEAL DYSTROPHY, LATTICE TYPE I
http://omim.org/entry/122200
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